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Background and Rationale

* Meta-analyses suggest up to 31% of
children with CP have an identifiable
rare genetic variant impacting
development’

* Access to genetic testing for CP and/or
PND is variable: guidance is needed
regarding genetic testing strategies.’

Research Questions

1.What proportion of @
children with CP/PND
underwent genetic 888
testing?

2.\What clinical factors
were associated with
a genetic diagnosis?

3.What was the clinical
utility of the genetic —
diagnosis?

Retrospective chart review of
clients aged <18 years seen in
the Neuromotor Clinic at
Holland Bloorview.
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Assessment

features)

Of 260 children with
CP ora PND, 72%
recelved genetic testing,
95% recelved a genetic
diagnosis, of which
71% had the potential
to directly impact

clinical care

Relevance to Holland Bloorview

Family-
Centered
Care

Individualized Anticipatory
Care Planning Guidance
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Results

Aim 1: What proportion of children with CF/PND underwent
genetic testing?

Of the 260 children diagnosed with either CP and/or a PND, 72%
underwent genetic testing (46% genome-wide sequencing).

Aim 2: What clinical factors were associated with a genetic
adlagnosis?

Clinical Characteristic

Predictors of Positive Genetic Diagnosis

Use of mobility aid |
|

Ataxia —_

Hypotonia
Constipation

I
I
I
Intellectual disability |
Limited communication :

I

I

Language delay/impairment

Tube feeding "I—.—'
Declining clinical course —
Global developmental delay -:—.—-
Seizure history —
Visual impairment '—:—0—'
GE reflux ——
Spasticity '—I—.—'
Nutritional deficiency -—;—.—'
Dystonia - —
Congenital malformations '—:—.—'
Anxiety ————
Hearing impairment '—01'—'
Restricted eating '—.:—'
Sleep challenges —_———
Autism spectrum disorder '—.—:—'
High GMFCS —————
Oral feeding '—0_:—-

Pain challenges :
ADHD |
Learning disability :
0.1 0.5 1.0 2.0 5.0 10.0 20.0
Odds Ratio (95% Cl, log scale)

0<0.05 @ p20.05

Aim 3: What was the clinical utility of genetic diagnoses?

A genetic diaghosis added actual or potential clinical utility to
patient care for 71% of children. This included understanding the
natural history/prognosis (66%), prompting additional
referrals/investigations (64%), and/or choosing treatments (59%).

Conclusions and Next Steps

Genetic testing was common among children with CP/PNDs, and
genetic diagnoses were identified in over half of those tested.
These diagnoses can add clinical utility by informing
Investigations, prognosis, and care planning.

Additional

Next Steps; REB Amendment Variables (i.e.
prematurity)

Future

Analysis
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